Mutations in the PAX 6 gene are known to cause many cases of inherited and sporadic aniridia. Although embryologically similar to an iridia, the cause of Peters' anomaly has received far less attention. Two reports have been published demonstrating mutations in the PAX 6 gene in Peters' anomaly. We have analysed the PAX 6 gene in 15 individuals with Peters' anomaly (7 familial, 8 sporadic). This is the largest cohort of Peters' anomaly described. The PAX 6 gene was screened using a combination of single-strand conformational polymorphism gel electrophoresis and direct sequencing. No mutations were found in the coding region of the PAX 6 gene. We feel that Peters' anomaly is a heterogeneous condition and that for the majority of cases PAX 6 is not the 'Peters' anomaly gene'.
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The purpose of this study was to determine whether any PAX 6 mutations could be found amongst 15 individuals with Peters' anomaly.
Patients and methods
Ethics approval was obtained from the Leeds PCR products with h�2P1ATP and polynucleotide kinase to end-label the PCR primers. A T7 DNA polymerase Sequenase Version 2 kit was used to sequence the PCR products in both the forward and reverse directions. All sequencing gels were fixed and dried before being exposed to X-ray film overnight at room temperature.
Two individuals had cytogenetic analysis performed.
The remaining individuals were genotyped for a polymorphic marker in intron 8 of the PAX 6 gene to ensure that complete loss of one PAX 6 allele was not the cause of Peters' anomaly in these cases.
Results
The clinical details are summarised in Table 2 Corneal scarring is the most striking feature in all cases. , that some cases of Peters' anomaly are probably due to genetic causes and may be secondary to events in utero, but we expected to find some mutations, particularly in the familial cases. We chose PCR-SSCP analysis because it is a rapid and efficient method for mutation detection. protein.
We have analysed the coding region in 15 individuals with classic Peters' anomaly, the largest collection described, and can find no evidence of PAX 6 mutations.
From this work, and the evidence to date, we must conclude that Peters' anomaly is a heterogeneous condition and that for the majority of cases PAX 6 is not the 'Peters' anomaly gene'. 
